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ESCLEROSE TUBEROSA — DOENCA GENETICA RARA

TUBEROUS SCLEROSIS — RARE GENETIC DIASEASE

Gongalo Atalaia', Patricia Vasconcelos?, Nuno Braganga®

Figura 1 - extenso envolvimento cutaneo facial na forma de angiomiolipomas — Figura 3a - TC-abdémen: incontdveis formagoes quisticas hepdticas e nédulo su-
adenoma sebacium. gestivo de angiomiolipoma.
Figura 3b - TC-abdémen: nefromegalia bilateral com incontaveis quistos

A esclerose tuberosa (ET) é uma doenga genética rara,
autossémica dominante, com envolvimento multssistémico
e com variabilidade na sua expressdo clinica, podendo en-
volver qualquer 6rgdo ou tecido mas, mais frequentemente
com envolvimento cutaneo, cardiaco, renal, respiratério e
do sistema nervoso central.!

A ET é causada por mutagdes nos genes TSC1 ou TSC2
que codificam, respetivamente, as proteinas hamartina e tu-
berina. Ambas proteinas supressoras da oncogénese e envol-
vidas no controlo da divisao e proliferagio celular.? Assim,
mutagoes nestes genes resultam na perda de controlo sob a
divisdo e o crescimento celular resultando numa predisposi-

¢do genética para o desenvolvimento de neoplasias.

Figura 2 - TC cranio-encefilica: Calcificagoes periependimarias frontais e parie- O nosso doente apresentava 9 critérios major — angiomio_
tais. Lesao ocupando espago no corno frontal do ventriculo lateral direito, junto

20 buraco de Monro. lipomas faciais e tuberosidades subcorticais (figuras 1 e 2) e 2

critérios minor - angiomiolipoma hepdtico e quistos renais multiplos (figuras 3a e 3b) para ET. Apresentava, ainda, epilepsia
(surge em 80-90% destes doentes)®, pelo que se encontrava medicado com levetiracetam com controlo dos episédios convul-
S1vos.

A presenca de alguns sintomas ou sinais, embora sem serem patognomoénicos, podem ser altamente sugestivos de deter-
minadas doengas. Os adenomas sebaceos uma vez observados devem levar a investigacao duma possivel esclerose tuberosa.
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Tuberous sclevosis (TS) is a rave, genetic autosomal dominant disease, with multisystemic involvement and a variable clinical expression,
which may involve any organ or tissue, but more frequently with skin, cardiac, respiratory and central nervous system involvement.”

TS is caused by gene mutations on TSCI or TSC2 which code, respectively, hamartin and tuberin proteins. Both these proteins are on-
cogenesis suppressors and are involved in cell division and proliferation control.> Mutations in these genes result in a loss of cell growth and
division surveillance, resulting in a genetic predisposition for development of neoplasia.

Our patient presented 2 major criteria — facial angiomyolipoma and subcortical tuberosities (figure 1 and 2) and 2 minor criteria — he-
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patic angiomyolipoma and multiple renal cysts (figure 3a and 3b) for TE. He also presented epilepsy (which is present in 80 to 90% of these
patients)’, so he was medicated with levetiracetam with symptomatic control of the convulsive episodes.

The presence of some symptoms and signs, although not pathognomonic, may be highly sugestive of certain diseases. Sebaceous adenomas,
once observed, should lead to an investigation of a possible tuberous sclerosis.
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